A girl with purine nucleoside phosphorylase (PNP) 
Case history A 1 year old girl presented with delay in motor development. She had been rolling since 9 months, could sit supported only with a 'C' shaped back, and could not crawl or weight bear. She gave the appearance of hypotonia, although examination demonstrated slightly increased tone and brisk reflexes. She could use her hands crudely, tucking in her thumbs, but had a full range of supination. She appeared bright and alert. Birth had been normal with a birth weight of 4400 g. Her parents were healthy and unrelated. The haematological and immunological consequences of PNP deficiency relate to the depressed T cell numbers and function, leading to repeated infections with viral illnesses often being the cause of death. These children should not receive live vaccinations. Lymphomas, often of a B cell origin, are also a complication of other immunodeficiency states, for example, AIDS, and have been described in PNP deficiency. 3 Haematological findings in PNP deficiency are pure red cell aplasia, megaloblastic anaemia, autoimmune haemolytic anaemia,2 6 and maturation arrest at the myelocyte/metamyelocyte stage in bone marrow aspirates.3 Intracytoplasmic neutrophil inclusions (figure) have not been previously described; they persisted after resolution of sepsis and in addition, identical inclusions were seen in the paternal blood film. Similar inclusions are well recognised during treatment with drugs that interfere with DNA synthesis such as azathioprine, chlorambucil, and appear to be fragments of DNA. DNA synthesis is impaired in PNP deficiency suggesting a similar aetiology.
Autoimmune disease is another complication of immune deficiency including PNP deficiency.2 Suspecting the neutropenia to be immune mediated, we treated our patient with 2 g/kg intravenous immunoglobulin over two days. There followed a dramatic rise in the neutrophil count (O 4-2 8 x 19O/l). The patient had been persistently neutropenic for two months before this.
In conclusion, recognition of PNP deficiency before onset of severe infection or malignancy is important so that bone marrow transplantation from a suitable donor can be considered while the patient is well. Successful engraftment has already been documented in this condition.3 6 In addition, antenatal diagnosis is now possible for measuring PNP 
